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74 VIE(VP), BEEITORVT 4 VE
(HCP)B X WALADRBHERNV 7 4 1) VIE
(ADP) D 43RBT RO BHRL T 4 U UV
LLT, 20FHE, BHRER, REFRR BE
Fiét e CEERICBWTHET WA S
L722%oC, ABTRAERLV7 1) VEOH
FRE L LCAIP 2 HUNIBR 575, MR
DB H o TEDHbETABEEEILEN
7z,

1) NARBERIVT U

AL, NEZFu¥rReIFsuey, Fh

JU—A, HEFG—F, RVFXFI V-l

BEOERP 7T P VOBREE Vo 2SR
BER AT AANLY VST DRWRSFHETHY,
ERBRORBCICESTAEELAMER
THAHY. NADEEKIZITIZTRTOEME
TITbN oA, MBS TIEEE L <M s
FRARFIRICBATITORE. ~AEHIE, 3

P2V RYTHRTOZY) Y v EY T V= u-
CoOADFEAITIZLE D, W THBRE TR,
DEFDORNT 4 V2 BETERBENICESL,
BU: b avFY 7HIIRE TEREBIIALE
%% (R1).

BT 40 VER ~NAFRICEST580
DEZDIH, BROOHEERISEMIET S o-
TIJVT7Y YBERERALAS) 2R 72
DEZOVTNIOEESY, FLLTEhb®
- FIT5EEFOERIZE ST, KT E4E

B EHE A

RIET 5L CRRAT S CORBTOBERD
BEINTVEDPICE o CERICEE S BH
SRV SRR B2, FNENRL L EHRFE
RELBIEICED Thbb, KV74)v
JE G BIR TS0 S ERRIIC D heterogeneous
BRBEN S 1B

2) BHRNVT 4 U EQHEDT

BERRICRIVT 4 ViEER, NARBEOS
FIEAPEE LTHMBATEZ 2055
EREMMBEATREZ AL T, FHEEE
BEVE GRIFERM) L &N T& . Thud,
NABBROBZBEROEEDMEAD 2 KL E
ERRBRTH AL B L TENENHE R
KRR 5 TWAERDTH 5.

—%, BRBNE» 5L, SREARER
ZEBETHEMEN T 1) VEE RFEEEE
BIEZ FHMETIHERENVT 4 VIEECHE
SNLHROREESR). AERIIEEOH
ZBBL W) ZBICERNTHLZ Eh D, K
R IHLO0PENLVERNEEZLR
. BWERNVT 4 VEICEEEMRERV T
1 VIE(AIP), BELRVT 4 Y VEVP), #
fZkasaRr N7 49 U (HCP), ALAD &K
PRV T 1) VIE(ADP) D 45K E, BRI
MEMRERVT 4 ) VHEPCT), FEEER
W74 VEE(HEP), BREEHERLVT 4 Y
VEE(CEP) B L UMBREMET 1 MRV T 4 1 VHE
(EPP) D4R EEINE. T/, BVT4Y)
VEEOEERERICE, EREETH I HEE
PCT (sporadic PCT: sPCT) # &\ T, ##ffk
BUEET 2 DOLLUBEERREZLEDDL
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//// MITOCHONDRION \\\
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CYTOSOL

& §-aminolevulinic acid (ALA)

glycine

+ ALAS
succinyl CoA

heme

Fé+_/{ FECH

protoporphyrin IX

T PPOX
CPO i

<

| (o

porphobilinogen (PBG)

l HMBS

hydroxymethylbilane

UROS / ‘\&(non—enzymatic)

uro’gen III uro’gen 1
l UROD !
copro’gen IIT copro’gen I

Kk proto’gen IX = /

K1 ANLERRERNVT s UE
ANAEHRRICHES T ABEHBTTET) BB TEoH 5, KL 741 VER, RUOHE
FUS RS2 6-7 3/ U7 Y Y BAREEEALAS) 2B, To0BZEOWTALOBEENE
TEARRBCERT27:0, FOBEFNBEESATWANCI o TEFNENER HIREF £

CaHILITRB.

Vb 5.
1. BS - &¥

BUEBRERV T 12U VEQRIP) X, ~o&&
BRICBITZ3FHOBETHL L FUFI X
F V¥ S VA EEE (hydroxymethylbilane syn-
thase: HMBS, #l4 porphobilinogen deaminase:
PBGD) [EC 4.3.1.8] DR GRIZRY) AT
ZHREYT 52 VP, HCP, ADP & L 1 i2AaMR
V7 4) VIEISESNS, BEERVT 4
VIEOHRTRET 7V A EF I RKRE, H#RE
WTHRIBEEOBWRETHS. FIZAT=—
FrERRLMIEI—T v XTRADOIEH72
D 60-100 A\DBEEL Sh, ZhIEKREOH
10fEDHEETH 2%, AIP 3 EREHREEERE
BRE L BN, BT S LIICERTEEED
WEAH Y, ERICHIET S D OIZHMBS#1E
FERERRED10-30% BEICT T vwE
ZHNTwD, FEHETIE 20074 F TIT 190

BIG ) OBMEGIVDH B0, RERBFIPELL
B, BIURBELZREREEZED D EERIC
RECECHFETH LRSI NS

2. wEBLURE

BUREORETH 2MBERORER, BE
DETH HTERENE-TI/LTYY
B (6-ALA) 5 2 Wi E DR B EWIC L 2 1%
EFETHHEZZONTWS, ENRBIEOFHERE
LT HEeA0EY, MEAVEYOTVINT VA
(EERTRLIRME, WMEER) KE BE,
huay) —ERAR (EERY 4Ty b)), BRIE

BEPEHBENTVE ZOXAAZALELLT,

BN 59 3 T cytochrome P450 O F5E
(=LA, BXUOHHERLEREEICLS
heme oxygenase DFHE (=~ LBEETLE) 1 &,
RERE L TALASSFHE SN L RESERICH
ZILFPHEMLTBL. BETERERERECS
T AEYRERAEEEREORI D 27 SIdHk4
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Thbd. Thbb [HUERREETHERSD
W, BEOBEREIMET IR LICLZEN
FNEYIT BEZWSRL S, il B
TEFRE L TWAREEICH L CTEEREYOE
BRIy, —HERYLDRICRBEOR
HECTIIHERIPIIWEFHEEINS, LY EA
BCIE, R, PEUNOBME, RER R
FRVAEY V7V (PBG) G, SEMHOZR
EREG ESHERTE N5,

kb, KEWZREFRENELT VY
V= VREH, Y7 HE, HITVWhASE &
CHEESE, A bud VAR EFmO Ty
5. BERHREYICESESE, BE 24K
WIZAEL 5. 4 OEYOREHEERITDONT
MR O, HB5VIIEEY A FERATS L
& v [http: //www.drugs —porphyria.org/, http:
//www.porphyria—europe.com/, http://www.
porphyriafoundation.com/, http://merckmanual.
ip/media/mmpe/pdf/Table_155-4.pdf % &71.

3. & ®

AIP TIALDEMERL 7 4 Y VELFEE @
BB SKBEE Wb b, B, TR, EH
R EOBEHERO I, @ FHE IR 7
EoRiRMRER, ECQBLESCHER £
T EOBREMBERZET L. 209 bED
I ABNBERIBEECTHS, £ TEHOM
BEFRLD I WS B LEH B
B, BECOMBIES, BEAEREES 2k
FERTH 2. BIEEREICE 2. Fis
BLVb ) ICEBEEMFTRICE L, R
DEYCENENDIFRIN LI LD, 0
ERNCIIPUR, MR, BRI EARCER

THZENEL, LIFLITEBERESRSI LY X,
HHLVEIL AT R ELBEEENS.

HmESR,
BUHRBEIARRELE), RELEOTHZEL
PETRBERTCHT S, BHERBLELEBAK
RPEMEBRFRE T, AETH-TEAEE
A SHFR R WV E VAR A - UE FRE (SIADH)
WCERTZES MY Y AMES D, EBERT
IESEAE g Sha

BH OO EVE FEREXETSLEHMNT,

FRETF L 2 HEYPFELICHLNLEE,
BMERIEICHEET L. MBEREZVTY
EEHREETHY, HOBRETRECREOHRE
FhEALNSL, HHETIZELY BB BIGE
MNHEVRES HHETEEFETHY, *
ACHERRENEH#ITL, BRINERS L UHE
BIREAE U B, HIC 10-20 % DJER TERFRE,
MR RREIIC X DIBICED. FO—F TREM,
SORBIIBRIETH Y, —WORESTITIETH
M BEER RS, SRR /NE R,

—@BEOKE, BREESELZZLLHA.

29 L7z lREDS Q1330 RAICHEL,
BEEMB L UHRZICALNSL Z EIIHBD T
ThThs BRIV IECEIRETS A
HEOEFEALIZ1IED L EEEOREL B
L7=0bi2IZm2ICHET 525 10 % KigD
BETIERBEZRIEST. &b, #VELRE
L7-AIP Tid, ®EUBICERSE, FllEo
APHEENEL 2 5.

HLAIZ, HCP, VP& R4 AIPIZFEAE
R OEREREUE) XA Sz, AIP Tk HMBS
EHETIZL D O-ALARPBG L Vo2 BV 7
4 ) VHEBEE D EINT ADTH-TC, LT
MOBERBICE > THERT 2 BREHOR
V7 1 1) 4 (photosensitizing porphyrin) i3
MLZzwHhsTH 5.

4. T EERIZ

1) E{b¥HRE

JERB X CEAE, £REGRERTED),
RIEER ESR8ERVT 1) ViENBEDNT:
BA, BROCBRETREIIRPPBGOWURET
»5%. 2HHTIE, RPPBGB XU S-ALAIX
ADP %2 BRIV T7 4 ) VESHE§T
ICBWTRREMICHING 5 (F1) (ADP Tik 6-
ALA DADHEN). BICAIPTE ) BEZRL,
FlozoRRb o 2RmE LY R, —F, R
FOYTORLVTI4 Y rBLTaTaRkVv74)
CEIMIISERRNTH D ERINTIIZL 7,
AIPTiZ VP, HCPLE%R Y, #EEF~DRNL
749 VEOFEREMIZ . F2, 3FEREE
DICREMRE (B BT, RPB X
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K1 ESMFRILT 12U EOE{FHFE (A4

, R B
porphyria
J-ALA | PBG up CP ur cpP PP
ATP ++++ | +++ + + ~ ~ ~
HCP ++ ++ |+t T + +++ ~
VP +++ t+++ |+ ~ + + 4+

AIP: acute intermittent porphyria, BWHRMERLV T 1Y ViE
HCP: hereditary coproporphyria, #fElEI 7uRL7 4 Y ViE
VP: variegate porphyria, EE (SR RNV T 4V ViE

0~ALA: §-aminolevulinic acid, 6-7 3/ V7V V&

PBG: porphobilinogen, KV H¥1Y 25

UP: uroporphyrin, Y aHKV74 Y ¥

CP: coproporphyrin, I 7RV 7 4 Y ¥

PP: protoporphyrin, 7’92 bENVT 4 1) ¥

CEERORL7 4 VEEBEZBBLRIER
EERYT. o 3RBOENCE—RY 2R
BLOBREOEERETIEILTLOZUTS
v MRBEIMEONEVY 2, BELEEERF
NORETERPZ D2V, BRI
JzoTREURLVT 4y VEE LT—HEL T
o> THEZ V. 20M0EREE LT HPLC S
T R AR IMLER A O HMBS BE R & OB E H W
TEHBHH, —BETERN

WERIZE L, RPPBGHER EBD10-
100 L LOEEZRTIHEICILAIP BTz
BUERNVT 4 ) VEOREERZEZ, BHHIJHERER
ZRBIRETHE. B R~y 7@
POEFEENS LI, ADP CIZRHS PBGIZ
Bl v,

2) BGFHEEHR

EREDO LI, FER LD AIP OERRBHENICIE
R 0-ALA % PBG %l 78§ % £ LR FES
Houbh Ty, SUHoORELBEICEO%
DRHBEE, BEBICBITABABERL LI
CFIHENRTWS., LLeds, E#mwmi,
RHEOWRTS, HAVWEEHELEIZLY, 0
FERHE I LAICEER, wbhbes TV Y
—VBEFET A, ZH) LT EEERIC, EE
DBEFIEOEREZY, KV7 4 ViES
RE DT HEEMRBEF OB TS
I N A W A

AIPIZEL TRV T 4 Y VIEDOHRTHHER

{FOEEBETH S HMBS BT u—
U7 ENS, BRKREHRLELTINE TR
REBRPFALR, IARVAER, AT754
VUTERREDTIHORY OFEETEEIH
HFI3hTws, BEFEICEIVAV—-VO
TOHEEZHOSTRTHY, T2, VoltAd
FBEFEEIHSMCRIE, EREIFRETH-
T RRANOBHEERBEEOEHRLRIERE 20
TROSIETH - BETFHAFTEE 257 &
EFAT I EEERV 7 4 ) VIEBHICBIT S
gold standard & ¥ 2\ 2 5%, BEHIPE T
RWT 4 7) VIEDBIETFIEAT A 8% fE s 3 R
BNTWABEY, TR 22 EEEE S BRI E
B (EREREERRIIAEE) EEER
W74 VIEOEEEEREL O I - &
BORRICET A% I L, &PEO
AIPIZOWTRIhE TICEELBD 185 %
DI DEHRE ST W52,

5. BECTFR

AIP2EDTEBEELV T 4 ) VEICHT HHR
REFZ R, BETFYH GEROEE - k) &
IHEREDSERE 25, BEEIEERVT 4
VIED 497 (AIP, VP, HCP, ADP)¥_TIZ
XBT2H0OT TRHEHICHET S HE
HF, HICHERELREL, BRELHEL,
Bhoy—%2RIET S FHEPHIRETHS
PMEBRTHEIPIOVTIEAL VI %y PR

i
L

MBS D —\' T
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2B U TERVE SN B (Fid).

SHEMICB T 2GR L LTk, ALASYE
BOMEBLIUT IO —HHEEZERICKED
5-10 % 7" F 7§ (3,000—4,000mL/ H) O y5i%
BEPEVwONSE. TP ALASHEEIIH OB
BT AF IV OBRAIRE b ITbI D, WHE
FEEE LT, B, W, R, AL
ZunTu I VREBICREDOF A A4 N
Blib RMELZIL-oTEMBIEELLESIC
BRETHIZHETS. ASVEY — VBRI
REWEXEE-0ESTH L. FEHRSLEILE
L CHBEMBERICH LTI A-T 0y =
Awvbhs, &5 by AIEIC X BT
BREAWMEICMATY 7T ENL B HEHT B
VT ENRLRFREAOBCTHEEDL LIS
Wd LEARESEDBBEEICEONS 0
72, BERNVT 4 ) VEOREIIRETCIE
Boav tu—VickHERT L FILEEL

BITIIFREE L FOETEROLEL 5.
WERAFSUST UTREF 2 PHRSEFTE 5.

NIV ORERE S IREN I ORERN 2
HEE TS, BRRTIRBVAERENZD bR
—BREL B o TWED, BOETIIRART
H5QETHRHE, YIvrk—NVF1v
TABR) P OARBEHFER). B IANIVIERY
FAT T4 —=FNy ZICE o THFTOHOALAS®

FELFUHL, BRPICRPFNOALAB LUV
PBGHHEE # B &€ 5. I—0 v /N TREAL
7 IVE R — FBHITH B Normosang®(Orphan
Europe, Paris) 3-4mg/kg/B) ML WS
nThy, BERSHETHL4-5HEEOH
HMEHTIHIEL A CRIER A SN W, R
FOREREICH L TOBT~OBWER 2 {#
EWEETH 5.

FOM, FREDETEDHLVEELR AIPER
ZH L THBHEOIThb N FANHTE SN Tw A,
I X Y R PBGHRHERIZERE/LL, &
HERVEIXERE SN, BE O QOL M ET 5.

WERIZLTY, #EFEREZATLEET
iE, ERODLHZLICPPLLT, hul)—%
ZE LIRS, SBECEE, RYUETE &2
LTEMEERZER R L-BEREL Y, BE
FHT AR EESLETH L. FICE
WERSTIEACEZFOAEME L EREEE
WERBLRL IR bR, FEBIIHT A
MAIRE D, BEOIEMLZH, B ERE
B LUHRENLBENTZS L NI,
AIP2E0E8M%RLV 7 4 ) VEOFHRIIEIL
WEINLIDIOLBFENS.

B, AIPEFAMYYAZHWT, BERE
DYFELHWE LI-RETFEAREDRAOR,
BIFREGERPRENTWAY,

2 XX iy
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ALAD "iEMARILT « U > #E (ADP)

ALA dehydratase deficiency porphyria

Key words : &MH)L7 4 Y %E, ALAD KIBMEHRV 7 1 Y Y (ADP), 6-7
I V7 VEBBKEER (ALAD), FVET I LT VBE(S~

ALA), B ud rifE S

1. 8 =

ALAD KABHEARV 7 4 Y VE(ADP) 13, ALAD
BETFOERCERT 2 ¥ ReahSEER
WEET, FNVFTIVLT) YERBKEE
(ALAD) [E.C.4.2.1.24] DIEFHALTIC X - TRIER
HEOFNE T I VT YEE(O-ALA) DMEA
CBRICERT AR MoBBRVT 1Y ¥
iE (BMRRERV T 1) VEE(AIP), 2EEY
749 VEVP), BEEITORVT 14U VE
(HCP)) & Fifk D 2 NIRAERIEZ BET 57,
BEERNVT 4 ) VIEOFTHBOTENLIR
BThy, 1979FE0E 1FIMEDR, hFT
CHRTOEMPBREEINTWBITT EL VT,
BOOMEZ?I1TH %A, ‘Doss porphyria’ & %
BRI 5.

2. & #

REZTICHRATEHA(FA V36, A7 =

AEHE A

FOERPHERENTVE W (EL). BHmk
LHBIZERET, ALAD BIZTERF—F D
HLBEFORMFELET AT OESHETIE
FBRELRY. INETOEIAHEANPLOH
BBV, AT 2—F Y TRBEEED2%IC
ANTFOEELERPALNLEEINTEDY, &
BICIREPEIICD &9 L-ERRREF—EH
HTETHWHEIEH 5.

3. WHELRE

ALAD BNALAEHRBEOE2 AT v, Th
bbb, 29FD-ALAD S 1 FFORNVKEY
25V (PBG) N DOFEE RIS % il it 5 BR T
H5(AIPOFE, H1%ZR). ALADZINLE
PR OB Tdh H ALA BB (ALAS) 1T
L CHFCOMMMEESH 1005 & Bz,
ALAD Bf5F ONT UBAEERETIIBRES
DEBEADO% BECRTICE LT, HER
HRCTH5HO-ALAOBRELEIRZ 5T EE

—F V1B, NAF—146], RKELH, T ADPELLTHEETAHIEIZRW. Zhicxtl,
B OABHE SN, FNEFNALAD #Efz FEBSERADL LLZEE~NTUEAERE
£1 hETICHEI QAL ALAD REMFRIVT 1 U VIE 6 BIOEETFRIT

e G e sequence
_’ case no.| nationality | sex | ‘age exon/’mtron‘ mutation type’ ‘modification references
1 Germany { M | 15 | exonl0/11 missense R240W/A274T 2, 8)
2 Germany | M | 15 | exon6/11 | missense/deletion V153M/818delCT 2, 9)
(2731s21X; stop at 294)
3 Sweden | M | 3| exon6/11 missense G133R/V275M 3, 7
4 Belgium | M | 63 eoxnb missense G133R(heterozygous) | 4, 10)
5 Germany | M | 17 | intron3/3 splicing IVS3AS-11: C—~A/T 5)
6 America | M | 14 exon5/5 missense E89K/C132R 6)
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